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B 0630pe Np1BOAATCA AAHHbLIE OTEHECTBEHHBIX U 3apyBexHbIX aBTOPOB O 6onesHn Mowe y aeten. PaccmarpusatoTca BOMpPO-
Cbl 3TUOMNOrUK, NaTOreHesa, AMarHocTMKK 6oneanu MNowe. MNpeacTaBneHbl COBPEMEHHbIE CBEAEHWS MO NaToreHeTUHECKoMy ne-
YeHuo 60ne3Hu Mowwe — hepMeHTHOR 3aMecTUTENbHOI Teparnuu.
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The review contains data of domestic and foreign authors concerning Gaucher's disease in children. The questions of etiology,

5 onesHb lowe sBnsetca Hawbonee pacnpoCTPaHeHHOW
cpean pepkux NM30COMHbIX 6OonesHer HakonaeHus [1].
BonesHb [owe — reHeTMyecKkoe 3abonesaHue, 06yCNOBNEHHOE
0etheKTOM NM30CcOMHOro depmenta B-D-rntokosmaasbl U xa-
pakTepuayLLeecs HakonneHnem KneTok lolwe B KOCTHOM MO3-
re, Me4YeHu, ceneseHke, rolOBHOM MO3re 1 Opyrux opraHax.

Bnepsble onucaHne 60ne3Hn [lowe ony6MKoOBaHo
P.Gaucher B 1882 r. B 1934 Aghion ycTaHoBuWA, 4TO Mpu 60nes-
Hu [OLLle NpoucxoduT HakOMNIeHWe rMiKoLepebpo3naia B cene-
3eHKE N KOCTHOM Mo3re.

B 3aBUCUMOCTU OT KIMUHUYECKOrO Te4YeHUs BblgensaoT 3 Tuna
6onesHu Mowwe [2]. MepBbId TMN — HeHeBponoruyeckuia. Mpu 2 n
3 Tunax 6ones3Hu Mowwe B MaTONOrMHEeCKUiA NpoLEece BOBMeKaeTcs
HepBHas cucTema: 2-A TUN — MHPAHTUNbHLIA UMK OCTPbIN HEUpPO-
HOMATUYECKWUIA, 3-1 TUM — NOAOCTPbIA HEePOHOMaTUHECKUIA.

B 1950-x rofax crtano u3sectHo, 4To 1 Tun 60nesHu [owwe
Hanbonee 4acTo BCTpe4YaeTcs B €BpercKown nonynaunm, oco-
6eHHO cpean eBpeeB allkeHa3W. YacToTa 1-ro Tuna B eBpoO-
nemckux ctpaHax coctaenset 1 : 40 000. 2-i Tun BI" BcTpeya-
eTcA BO BCex nonynsauuax ¢ 4actoton 1: 100 000, yactoTta 3-ro
Tuna 1 : 50 000 [6]. 3aboneesaHne O0QMHAKOBO 4acToO BCTpeda-
eTcAa y nuy 060ero nona.

BonesHe lNowe HacnegyeTcs NO ayTOCOMHO-pELeCCUBHOMY
miny. len B-D-rnioko3ugasel kapTUpoBaH Ha OJIMHHOM mnnede
XpoOMOCOMBI 121, umeeT paamep 7,5 k6 n cocTonT U3 11 3K30-
HoB U 10 MHTpoHOB [7]. B HacToswee Bpems onucaHo 6onee
100 pasnnyHbIX MyTauui, NPUBOAALLMX K fedekTy hepmeHTa
(yMEHbLLEHNIO ero cTabunbHOCTU, CHAXEHUIO aKTMBHOCTU), KO-
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TOpble CBSi3aHbl C LUMPOKUM MOSIMMOPMU3MOM KINMHUHECKUX
cMMNTOMOB 60ne3Hu MNoLwe [8].

YacToTta crneynduyecknx MyTaHTHbIX annenewn BapbUpyeT B
pasHbiX nonynauuax. Hawbonee 4vactele MyTauum N370S,
L444P, 84-85insG un IVS2+1G—A cocTaensitoT 6onee 96% My-
TaHTHbIX annenen y 6onbHbIX eBPEEB alLKeHasn n MeHee 75%
MyTaHTHbIX annenew y 60nbHbIX Opyrvx HauMoHansHocTel [9]. B
AnoHuun cpegm 6onbHbIX ¢ 60ne3Hbio Mole He BbIABNEHO MyTa-
uuit N370S n ¢.84-85ins G, a Hanbonee 4acTbiMn SBAAIOTCA My-
Tauum L444P n F2131 [10]. B nopTyranbCKoi nonynaumMu 60nb-
Hbix MyTauusa N370S coctaBnsieT 63% MyTaHTHbIX annenen, 1a-
CTO BCTpeYvaloTcs 2 pegkve MyTaumn — G377S v N396T [11]. B
Lseunn vacTo BcTpeyaetcsa 3 Tun 6onesuun lowe, 60nbHbIE AB-
NAKTCA FOMO3UroTaMu Mo TOHKOBOW MyTaummn L444P [12]. Cpe-
OY POCCUACKMX BOMBHBIX ¢ 60Me3Hbio [oLe Hanbonee 4acTo Bbl-
ABNATCA TUNNYHble MyTauuu: N370S, L444P [13].

HecMOTpsA Ha TO, YTO ANMTENBbHOCTE M3y4eHus 601e3Hu o-
LWe cocTaBnseT 60fee Beka, B TeYEHNe KOTOPOro rnpoBeeHbl
pasfnnyHble KITMHUYeckne, BUOXMMUYECKME, FEHETUHECKMNE UC-
cnefoBaHus, BCE elle Masio W3BECTHO O naTtotuavnonoruu
aToN 60nes3Hn. MetabonuyeckmM gedekTom sBnseTca aedu-
LUMT NM30COMHOro thepmenTta [B-D-rnoko3ngassl [14], koTopas
y4acTByeT B paclLlennieHun COXHOro nunuaa — rnioKkouepes-
po3vpaa, HaxogsAweroca B MeM6paHax 3pUTPOUMUTOB W NENKo-
uutoB. B npouecce ectecTBeHHOW cMepTU 3TUX HOPMEHHbIX
3NeMEHTOB KPOBM Liepebpo3nabl NOrnowarTea n pacluienns-
IOTCA KNeTKaMu PeTUKYNosHAaoTenuansHoW cuctemel. B pe-
3yneTate HefoCTaTOYHOM aKTMBHOCTU NMM30COMHOMN B-D-rntoko-
31Aasbl He MPOUCXOLUT MOSIHOrO pacLlennenus raMkoLepedpo-
3W0B 1 OHM HaKaMNIMBalTCA B Makpodarax u MoHoumTax. 3Tu
«Harpy>XeHHble» NMNUuEaMn KNeTku U HasblBaloTCs KNeTKamu
lolwe, KOTOpble ABAAIOTCA MaTONOrMH4eckum cy6ctpatom 6o-
nesHu [15]. BonesHb MNowe — no cywecTBy, NATONOrUs Makpo-
tharos, KOTOpas NopaxaeT BCe OpraHbl, FAe OHWU NPUCYTCTBYIOT
B 60NbLIOM KOnu4ecTBse.
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OCHOBHbIM OpraHoM, BOBMEYeHHbIM B NMaTONOrMYecKui npo-
Lecc, ABNAETCA Cene3eHka, Tak Kak Haubosbllee KONMYecTBO
KNETOK KPOBW paspyLuaioTcs B Hel. B pesynbTaTe HakonneHwus
KneTok loLle NpoMcxoguT NOCTENEHHOe 3aMeLlieHre UMK HOp-
MaribHbIX KNETOK NapeHXuMbl Cene3eHku, NPUBOAA K HegocTa-
TOYHOMY KPOBOCHAGXEHWUIO M PA3BUTUIO MHDAPKTa CENE3EHKM.
BrnocnencTeuun HekpoTUYeckne ovarv 3amellaloTcsl COeauHn-
TENbHOWN TKaHbLIO.

HakonneHue rnokoLepebpo3naos B Makpodarax npuBoaguT
K BTOPUYHBIM U3MEHEHNAM (DYHKLUIA Makpoaros U CHUXEHUIO
UX UMMYHOSOrNYECKOW akTuBHOCTU. OaHOM U3 Haubonee Bax-
HBIX (PYHKLMIA MOHOUMUTOB UM Makpoaros ABNsSeTcA Npodykums
untokuHoB (PHO, UJT-1 1 B 1 ap.). UMTOKMHbI, BblgenaemMble
MOHOHYKIIeapHbIMU haroymMTamMu B OTBET Ha Pas3nuyHble CTUMY-
Nbl, AENCTBYIOT KaK perynvpytouine 6enku, ynpaensoLwme um-
MYHHBIMW peakumMaMKn, BOCNANMTENbHLIMKU MpoLeccaMn, merta-
60NM3MOM B KOCTSX W remonoas3oM. B yacTHocTu, MJ1-1 cAzaH
C BblAENEHNEeM KonflareHasbl 1 paspylweHneM xpsawa, oH no-
TEeHLMPYeT Takxe OeACTBUe OpYrMx LUTOKUHOB, BAMAIOWNX Ha
KOCTHYtO pesopbumto. C Apyroin CTOPOHbI, YUUTbIBAS (DAKT, YTO
MOHOLMTLI 1 Makpodbaru ABMAOTCA NpedllecTBeHHUKaMu oc-
TEOKacTOB, HapyweH®e Ux QYHKUUKM MOXET ObiTe CBA3AHO C
W3MEHEHUEM NPOLECCOB KOCTHOrO PEMORENMPOBAHNA U CHUXKE-
HUEM MWHEpanbHOM NMNOTHOCTN KOCTHOM TKaHU.

Mporpeccupytowas MHUNETpaUWa KneTkamm IoLe KOCTHO-

ro mMo3ra MOXeT NpuBOJUTbL K CYyXEeHUH COCya0B 1N UX TpOM-
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603y, 4TO Bbi3bIBAET OCTEOHEKPO3 [16].

B paHee NpOBOAUMBIX UCCNIEAOBAHMAX YCTAaHOBNEHO, HTO Y
60MbHbIX ¢ 60Ne3HbI0 MoLe BCneacTBUE BO3MOXHOIO Hapyule-
HUA npoLlecca akTneauuv sutammnHa D 8 neveHun (25-rugpokeu-
nvMpoBanmne) cHuxerna adbcopbuus Kanbuus B Kuweyruke [17].

MopaxeHue neyvenun npu 6onesHn MNowe 06ycnoBAeHO nNaTo-
NOTMYECKMM HaKOMSIEHNEM FoKOLepebpo3naa B feHeHOYHbIX
CUHYCOMAAax W BEPOATHO, BbI3bIBAET HeJOCTATOHHOE KPOBO-
cHabXeHue TKaHW NeYeHn ¢ pasBuTUem ULIEMUYECKUX o4aros
HeKpo3a ¢ AalibHelLwnm nepexoqom B ubpo3s [18]. MasecTHa
ponb LMTOKNHOB B (hopMupoBaHnmn hubpoaa neveHn. BeposT-
HO UMTOKUHbL (PHO-o, UJ1-1, UN-6), npoayumpyembte NoBpex-
AeHHbIMWU Makpodarami, Bbi3biBAOT NOBPEXASHNE renarToum-
TOB W CrOCOBCTBYIOT UBPOreHesy.

HekoTopble aBTOpbl ONUCLIBAOT OopMUMpoBaHWe MopTanb-
HOW TUnepTeH3um npu 6onesun MNowe. OpHako MexaHW3M ee
cnoxeH. YacTu4Ho ona cesizaHa ¢ UHUALTpaumeit nop%anb-
HbiX 30H fleHEeHN KNeTKaMmn HakomnneHus.

MaTorenes nospexaeHus LUHC npu HelpoHonaTUHECKUX TH-
nax 6one3nn lMolle HegocTaToUYHO M3yHeH. MMokouepebposna,
BO3MOXHO, OKa3biBaeT TOKCUYECKOe OEWCTBUE Ha HEWpOHb,
BbI3bIBAA MX OECTPYKUMIO, NP 3TOM HAKOMNNEHUS ero B Helpo-
Hax He NpoUCXOauT.

KnuHudeckne npossneHusa 6onesHu Fole nonnMopdHbl,
YTO CBA3AHO C TMOPAXEHWEM Pas3NMYHLIX OPraHoB W CUCTEM.
OgHako YeTKOW KOpPEeNsiuMKU MeXOy FeHOTUMNOM, BeNWYMHOM
drepMeHTaTUBHOA aKTUBHOCTU B-D-rntoko3unpasbl U KnuHWYe-
CKUM TeyeHnem 6onesHn lowe fo HacToAWEro BpeMeHU He
ycTaHosneHo (taén. 1).

B HacTosituee BpeMs BoiaenatoT 3 Tuna 6onesnu Mowe. 1-i
TUN XapakTepu3yeTcs OTCYTCTBMEM HEBPOIOTMYECKON NaTosno-
rUn. 2-A TUM — MHAAHTUNBHBIA UK OCTPLIA HERpOHONaTUYec-
KuA. 3-ii TUR — NOZOCTPLIA HelpoHonaTuyeckuit. HekoTopoie

Tabnnua 1. COOTHOLUEHUE YacTbIX MyTauui reHa B-D-rmoKosu.qa-
3bl € KNUHUYECKUMU NPOoABREeHusMu 6onesHu Mowe [8]
Mytauus N370S L444P 84qg tVS2(+1)
Tun MyTaumn  3ameHa 3amena Beraska CnnavcuHrosas
AMUHOKWCTIOTE! aMUHOKUCHOTH rnumMHa MyTauus
acnaparvia  nevumuna 8 84 Hykneotvae
Ha CepuH Ha NPOMUH
Accoumauus
C TUMOM 1 123 1,3 1,3
6onesny Mowwe
Teuenue Tlerkoe unu Taxenoe Tsxenoe Tsxenoe
CPEAHETAXEN0E

uccrnegoBaTenu pasnuyatoT 2 BapuaHTa 3-ro tuna 6onesnu fo-
we. Tun 3a xapakTepu3yeTcs NMO3AHUM HAYanoM C TAXENbIM,
6blcTpONpoOrpeccupytownm nopaxernem LIHC 6e3 Bucueparis-
HbIX NPOSABAeHWiA. Tun 36 xapakTepmnayeTCsa panHUM Hadyanom
3a6oneBaHUs C MOpaxXeHWeM NapeHXUMaTo3HbIX OpPraHoB W
MEANEHHO nporpeccupyroLum nopaxernuem UHC [19].

Knunudeckme npoasneHusa 1 tuna 6one3nHu Mouwe pasHoob-
pa3Hbl. BoapacT manudecTtaumm 3adonesanns go 60 net. Teve-
HWe 1-ro Tna xpoHudeckoe, KnuHudeckas KapTuHa Xxapaktepu-
3yeTca MpOrpeccupyrownM yBENUYEHNEM apeHXUMAaTO3HbIX
OpraHoB, NaHUMTOMNEHWEN U NaTONOrMen TpyBHaThIX KOCTEN Cke-
neta. OCHOBHbIMU KIVHUYECKUMU CUMNTOMaMKU ABSISKOTCA: re-
naTocrnneHoMeranus, reMopparm4eckuin CMHApOM, KOCTHbIE 60-
N («KOCTHbIE KPW3bl»), acenTUHECKUIA HEKPO3 rONIOBOK 6epeH-
HbIX KOCTER, naTtonoruyeckune nepenomsl [20]. Y geTeit oTMeva-
eTcst 0OTCTaBaHue B WU3NHECKOM W MOSIOBOM pasBuTui. Xapak-
TepHa cBoeoBpasHas runepnurMeHTaLmns KOXHbIX MOKPOBOB, B
0651acT! KOMEHHBbIX U NOKTEBbIX CYCTABOB. YBenu4eHue cene-
3eHKW, 06bI4HO B 6-12 pas, ABNAETCA NOCTOSHHbLIM U Havbonee
paHHUM nNpwaHakom 6onesnun Mowle, Npu Nanbnauun ceneaerka
MMEEeT MNOTHY KOHCMCTEHUMIO. TleveHb yBenMynBaeTca noaxe
W MeHblLLIE, YEM CENE3EHKA, B cpeaHeM B 2—4 pasa U Takxe uMe-
€T MNOTHYH KOHCUCTEHLMIO.

Mpu nporpeccuposaHuu 6onesnun Mowe MOXeET PasBUTLCH
nopTanbHas runepTeHsns, acuuT v LMppoa3 fnevenn [21, 22].

Y 60nbLINHCTBA 6ONbHBIX NOSBNSIOTCA XPOHUYECKME 60U B
kocTaX. [1pn NporpeccupoBaHuy 6one3Hn MoryT HabnraaTbes
naToforM4eckne nepenomMbl, gedopMauns rofloBkn GedpeH-
HOM KOCTH, YKOPOYEHNE HMXHENA KOHEHYHOCTU U HapyLUEHWe No-
Xx0pKu. XapaKTepHbl «KOCTHblE KpWU3bi», CONMPOBOXAAOLMECH
MYYUTENBHBIMUW 60NAMK B KOCTAX, MMNEPEMUEN B 06nacTu Cy-
CTaBOB, NUXOPagKow, nenkouuTo3om. MpoaoMXUTENBHOCTD
Kp130B cocTaBnseT oT 12-36 4acos go 5—15 gHen. Y 15-40%
60NbHBIX OHM HA6NJAKTCA NOCE NEPEHECEHHON BUPYCHOM 1
LPYTUX PEKYPPEHTHBIX MHdEKLUIA. Kpnssl MOTyT 6biTb 06YC10-
BfieHbl nHdapKTamu B TpybyaTbix KOCTAX (4acTo B AUCTasb-
HbIX oTaenax 6egpeHHbiX, NPOKCUManbHbIX oTaenax 6onbuie-
6epuUoBbIX U NNEYeBbIX KOCTEN). Ha BbICOTE KpM3a oTMevaroT-
ca yckopenne CO3J u nenkoumTold. KnuHuyeckas kapTuHa
«KOCTHOrO Kpwusa» npw 6onesnn lowe nopobHa KapTuHe OC-
TeoMuenuTa.

B TAXenbix cnyyasx 6onesHu [owe HabnopatTcs paspy-
LeHNa Ten NO3BOHKOB C NOCMNeaytownM KOMNPECCUOHHBIM Mne-
penomMom u 06pas3oBaHnem yrnosoro ropéa.

Y naumneHToB ¢ TUNoM 1 60ne3Hu MoLle onMcaHbl TakXe npu-
3HaKW MOPaxXeHWa No4ek, Nerkux, cepaua u koxm [23-25].

Bnepeoie C.L.Rusca B 1921 r. ony6rnukosan HabnwogeHwe
6onesnu lMNowe 2-ro Tuna y pe6erka 11 mecsues. ABTOp onucan
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BonesHs lowe y peten

-anuyue cnieHoMerasnvu B CO4eTaHuu ¢ HEBPONOrMYeckon na-
-onornen. C.Oberling n P.Worinder B 1927 onucanu 3a6onesa-
-ue y 4 cnbcoB. B ronoBHOM Mo3re OHW OBHapyXwnun 6onbLuoe
<ONMNY4ECTBO BaKyONU3NUPOBaHHbIX KNETOK. TEPMUH «3/10Ka4ecT-
3eHHas copma» 6bin NnpepnoxeH C.De Lange B 1940 r. [26].

OcHoBHblE CUMNTOMBI 3a60neBaHuA Mpu 2-M TUMNe BO3HUKA-
0T B NepBble 6 MecaLeB Xn3HW. KINMHNYeCKUA CUMNTOMOKOM-
“JIeKC BKIIOYAET MPU3HaKW NOPaxeHWUss HEPBHOW CUCTEMbl U
3HYTPEHHWX opraHoB. Ha paHHUX cTaguax 3aboneBaHus oTMe-
+@eTCs MbllLeYHas rMnoTOHWA, 3afepXKa 1 perpecc NCUxomo-
~OpHOro pa3suTus. Mo Mepe nporpeccMpoBaHus 60Ne3HN nos-
BNAOTCA CNACTUYHOCTb C XapakTePHO anis 2-ro Tuna 6onesHu
FoLLe peTpakumen wewn, crnbaHvem KOHe4HOCTen, rnasoneura-
TeNbHble HapyLleHUs ¢ pasBUTUEM CXOAsALLIEroca Kocornasus,
napuvHrocnasm u gucearus [27]. XapakTepHsl 6ynbéapHbie Ha-
pYLWEHNA C 4acTbiMU acnupauunsaMiK, NpuBoAsLLIMEe K CMepTH
B6OMLHOr0 OT arHo3, acnupauMoHHOW MHEBMOHUW WUnu Ouc-
DbYHKLUM OblXaTeslbHbIX LEHTPOB FOMOBHOrO MO3ra. TOHMKO-
KIIOHUYECKUEe CYQOPOXHbIE MPUCTYMbI, KaK NpaBuio, BO3HWKA-
0T B MO3HWUX CTagusax 60ne3HN U OHWU PE3NCTEHTHbI K Ha3Ha-
4YaeMoW aHTUKOHBYIbCAHTHOM Tepanuu. TeveHne 3aboseBaHua
6bICTPO NMporpeccupyoLlee ¢ netanbHbIM MCXOO0M Ha 2—4 ro-
LY XWU3HW.

MepBbIi cnyvail KNMHWUYECKUX MPOSIBIEHWA, XapakTepHbIX

‘,EU'IH 6oneaHun lMNowe 3-ro Tmna, onucad F.A.Evans B 1916 r. B

nocnegywoLwme rogbl Nogo6Hble cnydam onucanel A.F.Maloney
n J.N.Cummings (1960 r.). MaBHON 0COBEHHOCTbIO KIUHUYe-
CKUX NPOABMIEHWIA 3-ro TMNa ABAAETCHA TO, YTO KIUHMYECKUe
NPU3HAKKN MOPaXeHUst NapeHXUMaTO3HbIX OPraHoB (CreHoMe-
ranus, renaTtomMeranus) 3Ha4UTENIbHO OnepeXarT HEBPONoru-
Yyeckue nposiBneHus. Heeponorn4yeckne CUMNTOMbI BO3HUKa-
10T, Kak Npaewno, B Bo3pacTe oT 6 0o 15 net n noa3xe. Xapak-
TepHbIM CUMMTOMOM FIBMIAETCA Nape3 Mo, UHHEePBUPYEMBbIX
rnasofsuraternbHbIM HEPBOM, KOTOPbIA ANUTENLHOE BPEMSA MO-
XeT 6blTb e4WHCTBEHHbIM HEBPOIOTUHECKUM MNPOSABIEHUEM.
MoryT 6bITb MUOKNOHWU, TrEHEPANU30BAHHbIE TOHUKO-KITOHUYe-
ckue cypoporun. NocTeneHHo nporpeccupyeT akcTpanvpamug-
Has PUrMOHOCTL, CHUXKEHWE UHTENNEKTA, TPU3M, NMueBble rpu-
macol, gucdarus, napmHrocnasm [28, 29]. UntennektyanbHble
HapyLLEHUs BapbUPYOT OT He3HAYMTENbHbIX HapYLWeHUd 4O TH-
Xenoh gemeHumn. Bo3MOXHO pas3BUTUE MO3XEYKOBbIX Hapy-
LUEeHWA, a Takxe pacCTPOWCTBA Pe4n U NUCbMa, noBefleHYe-
CKMe U3MeHeHus1, 3nn3ogbl ncuxosa. B 6onblunHCTBE CnyyaeB
TeyeHue 3aboneBaHnsa MeaneHHo nporpeccupytollee. Netans-
HbIA UCXOL, HACTYNAaET NpU TAXENbIX MOPAXEHUAX NTETKUX U ne-
YeHU. [poaoMKUTENBHOCTL XU3HU 60SbHbIX Npy 3 TUNe 6onea-
Hu lowe cocTasnseT B cpegHeM 12—17 net, HO 661K onucaHbl
cny4au BbbkuBaHusa o 30-40 net [28].

OnpenenvTb TAXeCTb NaTONOrMYECKUX NPOSABNEHUI 60NE3HN
lolwe MOXHO ¢ MOMOLLBIO MHAEKCA pacyeTa CTeNeHU TAXECTH,
npegaoXeHHoro Zimran. KOTOPbI pacCUHUTbLIBAETCH € y4eToM
BO3pacTa nposiBNeHns 3abonesaHus. CTENEHN yBENUYEeHUA na-
PEHXUMATO3HbIX OPraHOB. HEBPOJIOMMYECKMX HapPYLLIEHWH, reMa-
TONOMNYECKUX NoKalaTeslen. TAXECTU MOpPaXeHUA KOCTER W
MOYyHKUMKU neveHn [30]. CornacHO 3TOMYy WHOEKCY BbiOensioT
3 cTenenu TaxecTn 6onesnn owe: nerkas — 0—-10 6annos,
cpegHssa — 11-25 6annoe v Taxenas — > 26 6annos (Taén. 2).

o HegaBHero BpeMeHu o6HapyxeHue KneTtok lolle B nyHk-
TaTe KOCTHOrO MO3ra, NevYeHu 1 ceneseHkn 6biNo eaNHCTBEH-

Ta6nuua 2. UHaeKke creneHu TsxxecTn 6onesHu Mowe no A.Zimran [55]

IMpu3Hak BbipaxeHHOCTb Bannsr
Boapact Havana 6onesHu > 50 0
26-50 1
11-25 2
6-10 3
1-5 4
<1 6
LinTonexus Bes cnnenakToMum 1
[Nocne cnneHaKToMum
JleikoneHus 1
AHemus 1
TpombouuToneHus 1
CnneHomeranus Het 0
Jlerkas' 1
Cpephas® 2
Taxenast® 3
lenatomeranus Het 0
Jlerkas’' 1
CpepHss? 2
Taxenas® 3
TpaHcamuHasbl HopmaneHbie 0
Cnerka noBbilLEHb! 1
3HauuTeNbHO NOBBILLIEHbI 2
KnuHuyeckue npusHaku 4
naTonoruu NeyeHu
MNatonorus LHC 20
[Natonorus gp. opraxos 4
(noukw, nerkue, cepaue)
KocTHas natonorus
O6bekTUBHbIE Het cumnTOoMOB/npu3Hakos 0
Pentren u KT npuanaku 1
Cy6beKTUBHbIE be3 6onu 0
YMepeHHas cny4anHas 6onb 2
XpOHWHYECKUA 60NEBOW CUHAPOM,
He KynupyembIi aHanbreTukamu 3
Mepenomb! MNatonoruyeckue 4
[NocTTpaBmaTUyeckue 1
HecnocobHOCTb K nepeaBuxeHnio 2
AcenTuyeckuit Hekpo3 5

'nerkas ~ rneyeHb, CeNe3eHKa nanbnupyeTcs Bhille nynka, *CPEAHAN — MeYeHs,
ceneseHka nanbrnipyeTcs Ha yposHe Myrka, ‘TAXenas — reqeHb, Cene3eHKa

MansIMpyeTca HUXe Nynka.

HbIM METOOOM, NMoATBEpXAakLWwmMM 6oneaHs lMowe. B 1994 r.
nepeas Esponeickan Paboyasa rpynna no U3y4eHuio 60nesHn
lMNowe (Mtanus) yctaHoBMna, Y4T0 6UOXMMUYECKUM KpUTEpPUEM
TOYHOrO guarHosa 6onesHu Mole ABAASTCA CHUXEHWE aKTuB-
HocTn depmeHTa B-D-rnioko3upasel meHee 30% OT HOpPMBbI
[31]. YpoBeHb B-D-rnoko3ngassl onpefensetcs B neakountax
(in vitro) unu B KynbType thubpobnacTtos (in vivo) [32, 33]. buo-
XMMUYeCKoe onpeaeneHne aktueHocTu B-D-rnokoanaasel npo-
BOAMTCA C UCMOMb30BaHNEM cybcTpaTa — pagnoakTMBHO MeYe-
HOro rnokouepebpo3nga WM UCKYCCTBEHHOro cy6cTparta
4-meTunyméennudepun-B-riokonmparosva.

B HacTosiluee Bpems guarHocTuka 6onesHu lowe cknafbi-
BaeTCa U3 paga nocnegosaTefbHbiX 3Tanos: 1) o6HapyxeHue
XapaKTepHbIX KIIMHUYECKMX NMPpU3HaKoB 3abonesaHus; 2} onpe-
JeneHne ypoBHA XMToTpuasnaassbl B CbIBOPOTKE; 3) uameperue
aKTUBHOCTW [B-D-rniokosvpasebl B nevkouutax; 4) monekynsp-
HO-reHeTU4eckuin aHanua (taén. 3).

XutoTpnasungasa — cneyndmiecknn GepMeHT, CUHTe3npy-
eMbId Makpodaramun. AKTMBHOCTb XMTOTpMasvpasbl onpefe-
nAeTcA ¢ MOMOLWbI MeTofa yopoMeTpU4eckon AeTexkuuu
rugponuanca 4-metunymbéennudgepun-xutoTpuasnga 1 no-
BbilleHa 6onee 4em B 100 paz oT HopMbl y 6ONbLIMHCTBA
60nbHbIX [34].

Y 60MbLKHCTBA BONbHbLIX OTMEYarTcsa TPOMOOUUTONEHUS,
nenkoneHna wn aHemusa. B wuccneposaHuun, nposefeHHOM

a3
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Ta6nuua 3. AnarHocTuka 6onesHu lNowe [35]
OCHOBHbIE CUMNTOMBI Buoxummecive Maprepsi,

Cheumthyeckue UCCnenoBanvs, Onpefaenermne XapakTepHbIX

Matonorus kocTe (konGoukw
OpneHmeliepa Ha peHTreHorpamme)

npeanonarawLme Hanmdue 3aboneBaHus NOATBEPXAlLLMe OUarHo3 MyTaumin
Bonv 8 kocTsx
ACTEHUHECKWM CUHIPOM
3apepxka HU3anHeckoro
11 NONOBOTO Pa3BUTUR =3 [10BbILLEHVE YPOBHA =3 [JOHVKEHME YPOBHR —
lenaromeranvs XUTOTpUA3ULass! B-D-rniokoangassi CkpuHunr OHK
CrneHomeranus B CbIBOPOTKE KPOBU B NIENKOLMTaX KPOBU H& 4acTble MyTauuv
TpomboumTOoneHUs
AneMun

Niederau C., y 30%—50% 601bHbix ¢ BI" ypOBHW CLIBOPOTOUHbBIX
aMUHOTpaHCdepas nosbILANUCh NUWb A0 2 HOPM, TOMBKO Y
HEeKOTOpbIX NayneHToB akTuBHOCTL AJ1T, ACT nosbilwanace Ao
7 HOPM [35]. Mpu GonesHun Mowe XxapakTepHO NOBbLILLEHWE aH-
rMOTEH3NH-KOHBEPTUPYIOLWLEro (hepMeHTa, Nn3ounma, KUCnown
drocaTasbl U peppuUTMHa B CbIBOPOTKE Kposn [36, 37].

Mpu yneTpasBykoBOM MCCefoBaHUU U MArHUTHO-PE30HaHC-
HOW TOMOrpadmn NeYeHn n cenes3eHKn ONpenensaTCa ovaru,
KakK C NOBbILLIEHHOW, TaK U C MOHUKEHHOW UHTEHCUBHOCTBIO CUT -
Hana. 3Tn o4arv ABNAKTCA 30HaMK UwemMun U ubdposa ns-3a
noBbllLEeHHOW MHMNLTPaunK kneTkamu Mowe [38]. Herpopa-
ONONOrM4ecKue UCCrefoBaHuUA HE BbIABNAIOT cneunduyHbIX

_M3MEHEHWIA. Y 6OMbHbIX € HEWPOHOMATNHECKUMM Tunamu 60-

nesHu [olwe N3MeHeHns, BbiSBNAEMbIE MPU 3M1eKTPpoaHuedano-
rpadun, HecneunuYHsbl.

OgHMM M3 BaXHbIX AMArHOCTUYECKUX MeTo[OB SBMNSETCH
peHTreHorpadus Tpyb64aThix KOCTen, KoTopas npu 6onesnHu Mo-
we nokasblBaeT WMCTOHYEHWE HaAKOCTHWUbI, 3HOOCTANbHYIO
3y64aToOCTb, U MOHWXEHHYIO TPABEKYNAPHOCTL KOCTHOM TKaHu
[39]. AncTanbHble meTacdunabl 6egpa B34yBalOTCA B BUAe byna-
Bbl MNN KONObI, KOTOPbIE TaKXe W3BECTHbI B fiuTepaType Kak
Kon6o4kn Spnenmeitepa [40]. Decdbopmauns 3pneHmenepa He
ABNAETCHA NATOrHOMOHWYHBIM NPU3HAKOM 6one3Hu owe n mo-
XeT HabnogaTtees Npu psaae aApyrux aabonesaHunin kocTten (Kpa-
HUOMETaU3apHOA AUCNNA3nn, oCcTeoneTpo3e, U HEKOTOPbIX
remornotuHonatusx) [41]. ¥ getein oTmeveHO npofdonbHoe
paccnoeHue KOpKoBOro BeLecTsa U NIMHENHbIE KOCTHbIE Nepu-
OCTabHble OT/IOXEHUA HA NOBEPXHOCTU AMadm3oB Tpyb4aThIX
KOCTeW. TaxecTb NopaxeHust Tpy64aTbIx KOCTEN pasnuyHas —
OT Hann4usl Knaccuyeckux pecdopmauunin metaumsos Tpyb4a-
TbIX KOCTEW [0 TAXENbIX NaToNorM4eckux nepenomos, d4aroe
NUTNYECKON OeCTPYKUMN U acenTUHECKUX HEKPO3OB FONIOBOK
6eapeHHbIX KOCTeNn.

PassuTe AuarHocTU4ecKuMx MccienoBaHWin W MNosiBNeHue
BO3MOXHOCTU W3MEpATe KOCTHYK MacCy KOMMYECTBEHHO B
pasnuuHbIX OTAenax ckeneta no3sonunu 6onee YeTko onpepe-
nATb CTeneHb ocTeoneHun. JeHCcMTOMeTpuUsa sBnsieTcs 6onee
YYBCTBUTEMbHLIM METOAOM AN AEeTeKUMU CHUXEHHOW MUHe-
panbHOM NAIOTHOCTU KOCTHOM TKaHu [42, 43]. KocTHas AeHCUTO-
MeTpus nNpu BonesHu I'owe akTyanbHa Kak Ans paHHew gwar-
HOCTUKWU CUCTEMHOW OCTEONEHWUU, TaK U A1 MOHUTOPUHra 3d-
(HEKTUBHOCTH NeyeHuns.

B nccnepoeanmax 6b110 yCTAHOBMEHO, YTO CYLLECTBEHHAs
4acTb 6OMbHBIX UMEEeT KOCTHYIO NNOTHOCTb Ha 1 unu 6onee
CTaHAAPTHLIX OTKNIOHEHWA MEHbLUE, YeM BO3pAaCTHLIE M NOSO-
Bbie HOPMbI, BCIIEACTBNE 3TOrO y 60MbHbIX ¢ 60ne3Hblo [owe
BbilLle PUCK NATONOIMHYECKNX NEPenoMoB [44, 45].

MaTomopdonorudeckum cybcTpaTtom 3abonesaHusa ABAAET-
ca obHapyxeHue crneundmyecknx knetok lowle B GuonrtaTax
KOCTHOIO MO3ra, neYeHu, Nerkux, nMmgaTn4eckKnx ysnos, Ko-
TOpble XOPOLUO PasfinyatoTCs NPU OKPAcKe reMaToOKCUNH-30-
3nHoM. Knetku Mowe anametpom 70-80 MKM UMEIOT OBafb-
HYIO WK NOMUroHanbhylo dopmy. LiMTonnasma aTux KNeTok
6nepgHas, cna6o3’03uHOMUNILHANA, € XapaKTepHbIM BUAOM
«CMOPLLEHHOM NanupycHoi 6ymarun» [46]. KneTkn o6bi4HO co-
LepXaT [Ba WUITU HECKONbLKO siiep, CMELLEHHbIX K nepudepum.
Ipy 3NEKTPOHHO-MMKPOCKONMMYECKOM WUCCNEA0BaHUN B JIN30-
comax 9TUX KNEeTOK ONpeaenseTcs HakanmMBatLWKIACA TIOKO-
uepebpoauna, obpasyoWwmin ANnHHbIE TPY6O4KKN (20—40 MMm).

FMcTonoruyeckas KapTMHa CTPYKTYP HEpBHOW CUCTeMbI xa-
paKkTepusyeTcs fAereHepaTMBHbIMW M3MEHEeHUsMU B Telblax
Hucens, noTepei napeHxnMebl B Fy6OKMX CII0AX KOPbI, Taniamy-
ce, 6a3anbHbix iApax U B MO3xe4ke. [1pn CBETOBON MUKPOCKO-
nnun obHapyxusaeTcs HebOoNbLUIOE KONMYecTBo Knetok [otle
BOKPYI KPOBEHOCHbIX COCYAO0B. IaHrMMOLMTbI OTe4HbI U Aedop-
MWPOBaHbl. BHYTpUKNETO4YHble OTIIOXKEHWUS NUNMAOB OTCYTCT-
BYIOT B OTNINYME OT APYrux 6one3Hen HakonneHus. B HepoHax
He onpefenaeTcs oTnoxeHue rnokouepedpoamaa [47].

MonekynapHo-reHeTudeckuin aHanua OQHK — To4HbIl meTof
LMarHoCTUKM GOMNe3Hn, a Takxe reTepo3nroTHbIX HocuTenewn
MyTauun B reHe P-D-rnoko3vpasel. BoisBneHne reteposurot
Haubonee akTyanbHO A5 NPOBEeAeHWs NpeHaTalibHOW QuarHo-
CTUKM U TE€HETUYECKOrO KOHCYNLTUPoBaHUS. CKPUHUHE Ha Hau-
6onee 4acTtole MmyTaumm N370S, L444P, c.84-85ins G,
IVS2+1G—A saBnsetcs Hanbonee JOCTYMHBIM U pacnpocTpa-
HEHHbIM METOAOM MOJSIEKYNAPHO-FreHeTUHeCKOro aHanmaa.

Bnepebie 8 1974 r. R.O.Brady npuMeHun B ka4ecTse Tepa-
MUKW 3KCTPAaKT nyaueHTapHow B-D-rnokosnpgasel U OTMETUN Mo-
CTeneHHoe ynyHweHne cocTosaHna 2 6onbHbIX [48]. B nocneny-
IOLWMX NCCIeAoBaHMAX ObINI0 YCTAHOBMEHO, YTO BHYTPUBEHHbIE
UHPY3UKM HATUBHOW NnaueHTapHoi B-D-rnoko3unpassl cHUXa-
NN KOHLUEeHTpaumno rnkouepebposnaa B neYeHn 1 KpoBu, HO
KIMHM4ecKan aPeKTMBHOCTb AaHHOM Tepanun 6blna orpaHu-
yeHa [49, 50]. CneuuncmnyHoe Bo3pericTBue B-D-rnoko3maassl
Ha KNeTKU-MuLeHn (Makpodaru) 6110 Nony4eHo nocrne Moau-
bvumMpoBaHnsa MepmeHTa C NpUCOedUHEHNEM K HEMY MAHHO-
30-KapbormgpaTHblX OCTaTKOB, HA3BAHHOIO anbrioLepas3oi.

N.W.BapToH et al. yctaHoBUN, 4TO NpuM NapeHTepanbHOM
BBEAEHUM anermouepassl B Aose 60 en/kr kaxable 2 Hegenuv
pa3mep ne4veHu cokpaiyaerca Ha 15-20% B Te4eHune nepsbix 6
MecsiLeB fedeHus 1 6onee 4em Ha 25% nocne 12 mecsiues ne-
yeHun [51]. B nocnepytowem ycTaHOBREHO, 4TO 3hheKT oT 3a-
MecCTUTEeNbHOM TepanumM oTMe4aeTcsl U Ha Bonee HU3KoN ose
tepmenTa 15-40 en/kr ¢ BBedeHWeM Kaxnable 2 Hefienu [52,
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53]. OnHako Npu TakMx Jo3ax y 60MbHbIX C TAXENOW KOCTHON
NnaTonoruer He BbISBMSNOCH MONOXWUTENBHON AMHAMUKK CO
CTOPOHBbI UBMEHEHWUWA KOCTHOW TKaHW [54].

B 1994 r. dompmon Genzyme paspaboTtaH HOBbIA Mpenapar
Lepe3um (Mmurnouepasa), KOTOpbIA ABNAETCA aHanorom
B-D-rnokoangasel M NpomsBoguTCcs ¢ noMoutbio AHK-pekom-
6UHAHTHOW TexHonoruu. OnurocaxapugHbie Lenu B-rniokoue-
pebpo3vaasbl OKaH4MBaKTCH OCTATKAMU MaHHO3bl, KOTOpPbIe
cneundmryeckn pacnosdHarTcs KapbornapaTHbiMKu peLentopa-
MU Ha MaKkpodarax.

CornacHo MMetoLLMMCa K HacToALLEMY BPeMeHU JaHHbIM Y
10—-15% 60nbHbIX, NOAyYaBLWMX (hePMEHTHYIO Tepanuio nocne
3-12 MecsLeB OT Ha4ana Tepanuu BbIABNAIOTCS aHTuTena IgG
K BBOOUMOMY thepmeHTy [55]. VY 50% 60MnbHbIX ¢ Hanu4neMm aH-
TATEN K (PEPMEHTY OTMEYaslCb peakuum runepHyBCcTBUTENb-
HOCTU B BUOE YMEPEHHOro 3yAa, XokeHus, oTeka. Npn aToMm Te-

paneeTUYecKUin 3hdekT OT NPoOBOAMMON Tepanuu He uame-
HANCA. Pa3BuTtne aHaunakTUYECKoro WoKa nocne BBeaeHUs

hepMeHTa onNncaHo y HeCcKomnbkMx 6onbHbIX. B 2-5% cnyyaes
Ha (hOHe NPOBOAMMON Tepanun oTMevanack HernepeHoCUMOCTb
npenapara, B CBA3M C 4eM 3aMecTuTeNbHaa Tepanusa Gbina
npekpalleHa. B mupe B HacTosLLee Bpems hepMeHTo3amMecTu-
TeNbHYI0 Tepanuio nony4aroT 6onee 5000 yenosek.

MnaueHTapHblA hepMeHT anbrnouepa3a U pekoMBUHaHT-
HbIA thepmeHT uMurnouepasa (npenapatobt Llepenasa v Llepe-
31MM) OfIMHAKOBO 3PDEKTUBHBLI ANS IEHEHUA U3MEHEHWUI B Na-
peHXnmMaTo3HbIX opraHax [56]. O6a npenapaTa He 3thheKTUBHbI
B Jl@4eHNU HEBPOSIOrMYECKUX NPOoABIEeHUA nNpu 2 n 3 Tunax 6o-
ne3nn MNowe, Tak Kak He NMPOHUKAKOT Yepes3 remMaTosHUedanu-
Yyeckuit Bapbep. OgHako B rnocnegHee Bpems B nuTepaTtype
BCTPEe4alnTCs oThaneHHble pe3ynbrathbl feverHust 3-ro tuna 6o-
ne3Hu MNowe. OnbIT NpUMeHeHUs (hepMeHTHON 3aMeCTUTENbHON
Tepannn 3-ro HempoHoNaTUYECKoro Tuna 6onesHn Mowe, Npo-
BefieHHoro y 21 6onbHbIX ¢ 3 TUNom onucar G.Altarescu [56]. B
3TOM UCCeaoBaHnK A03bl PepMeHTa NoadupanucL MHABMAOY-
anbHO U cocTaBnanun ot 60 no 240 en/kr Beca Kaxable 2 Heae-
1 B Te4eHune 2-8 net. [1pn npuMeHeHun AaHHbIX 003 hepMeH-
Ta y BCex 60MbHBIX 0TMEYanoch YMeEHbLUEHWE pa3MepoB neve-
HW N ceneseHKN, ynydwmniacb CTPYKTYpa KOCTHOM TkaHw. [na-
304BUraTencHole HapylweHus ctadunusmposanuct y 19 6onb-
HbIX, YXYALLMAMC Y 1 60MBHOTO, YNyULLEHWE CO CTOPOHK! r1a30-
ABUraTesibHOro Hepea oTMe4anock y 1 60NbHOr0. KOrHMTUBHbIE
OYHKLUMW HE UBMEHANNCH UNW yNy4WwWWUnUeh y 13 naumeHToB, y
8 60JIbHbIX — YXYALUMIANCH, Y 3 60MbHbIX HA OCHOBaHWK LaHHbIX
MarHUTHO-pEe30HAHCHON ToMorpaduy ronoBHOro MO3ra 1 anek-
Tpo3Huedanorpadguyeckoro uccnegoBaHua Habnwonanoch
NporpeccMpoBaHne MUOKIOHUYECKOM 3HLedanonaTuu.

B renaronorunveckom otaenenmnn HLU3O PAMH Haéniopaet-
ca 58 pmeten ¢ pa3nuyHbiMK TUNamu 6onesHu Mowe. 3 HUX
34 Manbumka, 24 — geBoYkU. BONbWMHCTBO (49 6ONBHBLIX U3
58) ¢ 1 Tvnom 3abone.BaHus, co 2 TUMNOM — 3 60MbHbIX U 6 60nb-
HbIX — € 3 TMNOM 3a60neBaHus.

JH3MMo3amecTuTenbHaa Tepanusa nposoautcs 14 netam ¢
1 TMnom 6onesnn MNowe B no3e ot 15 no 30 ef/kr Macehl Tena
1 pas B 14 gHen. Beino ycTaHOBIIEHO. YTO 3aMecTUTENbHasA Te-
panus yxe B rnepBble 3 MecsLa yny4dlaeT COCTOsHNE GONbHbIX.
[Mpw HabniogeHWn 3a NauneHTamu B TeveHne 9 mecsaues 6bU10
BbISIBIEHO, YTO NpuMeHeHue Llepe3anma 3a 370T nepvon Bpe-
MEHWU MpUBOOUT K MOBBILEHWIO YPOBHA remornobuHa Ha

30-40%, yMeHbLUeHW0 pa3MepoB neveHn Ha 58%, yMeHbLue-
HUIO pa3MepoB ceneseHku Ha 19%, CHUXEHUIO TpoMmbounTone-
HWUK Ha 25%. MNpwn nccnenoBaHUU MapKeEPHOro hepMeHTa XUTo-
TpMasungasbl, ypOBEHb KOTOPOro yBenu4eH npu 3ToM 3abone-
BaHun B 100 1 60onee pas, akTUBHOCTL XMTOTpuasnaasbl CHK-
xaeTca Ha hoHe nedenus Ha 82%. KpoMe Toro, Ha dhoHe Tepa-
MU OTMEYEHO 3HAYMTENbLHOE ynyHlleHue nokasarenen huau-
YecKOro Pa3BUTUS, CHUXEHME KONUHEeCTBa MHTEPKYPPEHTHbIX
3a60MeBaHN, XapaKTepHbIX AN TeHeHUs 6onesHen Hakonne-
HWa. Y peTen, NonyYaBLUNX 3aMECTUTENbHYIO Tepanuio, OTCyT-
CTBOB&sIMN «KOCTHbIE KPU3bl».

Takum 06pa3om B Poccun Bnepsble NosiBU/1acb BO3MOX-
HOCTb OLeHUTb 3aMeCTUTENIBHYIO Tepanuilo Ha npumepe
14 60nbHbIX. [0 3TOro 66IN1 eANHUYHbIE NaLUWeHTbl, Nony4vato-
L{Me NaToreHeTMHecKoe neveHme 6ecCUCTeMHO, xoTa B No6om
CryHae ¢ MosoXUTenbHbIM 3ththekToM. MMetowMines onbIT no-
Ka3asj, 4Y4TO 3H3MMO3aMecTUTeNbHas Tepanua B HacToslee
BpeMs fABAEeTCA 6e3ansTepHaTUBHbBIM METOAOM NEYEHUs.

HecMOTpsA Ha TO, 4TO U3yyeHuto Gonesnn [owe B HacTos-
LLMA MOMEHT MOCBALLEHO MHOIO Hay4HbIX paboT, ocTaeTcs pag
HEACHbIX BOMPOCOB MaTtoreHe3a, 0COOEHHOCTEW TeuyeHus Go-
Ne3HW Ha (POHE CUMMTOMATUHECKOrO U NaTOreHeTUHECKOro ne-
yeHns. OcobeHHO BOoNbLLYIO aKTyanbHOCTb UMEeeT paHHAasd au-
arHocTuka 3Toro 3a6oneBaHus, Tak Kak paHHee HasHaveHue
hepMeHTHO 3aMecTUTe/IbHOW Tepanun onpegensaet 6naro-
NPUATHLIA NPOrHO3 3a60feBaHnsA U KA4eCTBO XU3HW OeTen ¢
6onesHbio owe.
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